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TOM TAT

Pt van dé: Thalassemia 1a bénh réi loan hemoglobin do sy khiém khuyét téng hop chudi globin. Déy
Ia mét trong nhitng bénh If di truyén vé gene phé bién nhét trén thé gisi.

Muc tiéu: Nghién cteu tinh hinh bénh thalassemia & 2 huyén Nam Béng va A Ludi.

Déi twong va phwong phép nghién cteu: Nghién ciu cét ngang 1100 dbi tuong la ngudi dén cw trd
tai 2 huyén Nam Déng va A Ludi, tinh Thira Thién Hué trong vong 2 ndm (2012- 2014).

Két qua: Ty I8 ngudi mang gene bénh thalassemia Ia 12,4% gém 3 thé bénh: HbE 83,8%, HbCs 3,7%,
B-thalassemia 12,5%. Nam va nir mic bénh tuong duong. Ty 16 bénh thalassemia & nhém dén toc it nguoi
cao hon cé y nghia théng ké so v6i nhém dén toc Kinh.

Tir khéa: Thalassemia, bénh di truyén, globin.

ABSTRACT
SOME CHARACTERISTICS OF THALASSEMIA
IN TWO MOUNTAINOUS DISTRICTS OF THUA THIEN HUE: NAM DONG AND A LUOI
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Backgound: Thalassemias are a group of hereditary blood disorders characterized by anomalies in the
synthesis of the globin chains of hemoglobin.

Objective: To estimate gene prevalence of subjects with thalassemia at Nam Ddng and A Luoi districts.

Subjects and method: A cross- sectional study on 1100 participants of Nam dong and A Luoi districts,
Thua Thien Hue province during two - year period 2012 - 2014.
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Results: Prevalence of thalassemia 12.4% included 3 types of hemoglobinopathies: HbE acounted
for 83.8%, HbCs acounted for 3.7%, heterozygous B-thalassemia acounted for 12.5%. Prevalence of
hemoglobinopathies on male had similar on female. Prevalence of hemoglobinopathies in the minority
group was significantly higher than that in the Kinh group.

Key words: Thalassemia, hemoglobinopathies, globin.

I. PAT VAN DE

Thalassemia 1 bénh 1y di truyén don gene phd
bién nhét trén thé gioi va gay thiéu mau tan méu
trén 1am sang. Nguyén nhin cia bénh thalassemia la
do dot bién gene a hodc/va B globin 1am giam téng
hop mét hodc nhidu cac tiéu don vi globin dé tao
hemoglobin binh thudng.

T chie Y té Thé gidi da xac dinh thalassemia
la vin d& sirc khoe nghiém trong va khuyén céo
cac nude Pong Nam A nén chon thalassemia
1a mdt trong nhirng uu tién vé di truyén ngudi.
Viét Nam thude ving co nguy co cao méc bénh
thalassemia va tan suat khac nhau & céc dan toc.
Trong céac nghién clru vé bénh thalassemia, céc
tac gia déu ghi nhan tan sudt mic bénh cao & cong
dong dén toc thiéu s6 va khac nhau theo timg
vung mién [1]. Ty 1é mang gen B-thalassemia rit
cao & dén toc thiéu sé va theo mirc giam dan tir
Bic - Trung - Nam, a-thalassemia c6 ty I¢ cao
theo thir ty Trung - Nam - Bic [2].

Vi vy, Viét Nam rat cin xdy dung chuong
trinh quéc gia vé kiém soat bénh thalassemia
bao gbm viéc phong tranh trudng hop bénh
méi, didu tri va quan ly lau dai bénh nhin da
phat hién.

O hai huyén mién nii Nam Déng va A Ludi
thudc tinh Thira Thién Hué 14 noi sinh sng chu
yéu cia ddng bao dan tdc it ngudi va 1a noi cé
nhiéu diéu kién thuén lgi cho bénh thalasemia lan
rong trong cong ddng. Nhan thirc duoc tdm quan
trong ctia cin bénh phd bién nay, chiing tbi thuc
hién nghién ciru nay nhim muc tiéu: Nghién
ciru mot sé dic diém vé tinh hinh mang gene bénh
thalassemia tai hai huyén Nam Doéng va A Ludi,
tinh Thira Thién Hué.
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II. POI TUQONG VA PHUONG PHAP
NGHIEN CUU '

2.1. Di twgng nghién ciru

2.1.1. Tiéu chuén chon déi twgng nghién ciru

Ngudi din dang cu tri dia ban huyén Nam Dong
va A Ludi, Thira Thién Hué.

2.1.2. Tiéu chuiin logi trir

- Tré em <2 tudi.

- Khéng ddng y tham gia nghién ctru sau khi
duoc cung cap thong tin.

2.3. Phwong phdp nghién ciru

2.3.1. Thiét ké nghién ciru: Nghién ciu cat
ngang

2.3.2. Thoi gian nghién ciru: Thang 7/2012 dén
thang 8/2012.

2.3.3. C& miu

- Sir dung phwong phap chon mau ngau nhién
phan tﬁng dé chon s6 mau cha huyén va xa.

+ S6 mAu ciia mdi huyén: Cin cir véo s6
dan cta hai huyén.
+ S miu ctia mdi xa: Cin cir vao s6 dan va

phan bé vé dan toc cua xa.

C& mau duoc tinh theo céng thic danh cho
nghién ctru md ta udce lugng ty 1€:

n=z2 P a - 1)
A

Trong do

n : ¢& mau can tinh

p : ty 1€ bénh / ddc diém tai cong déng

A : khoang sai 1éch cho phép giiia ty 1¢ thu dugc
tir mAu va ty 18 ciia quén thé.

« : muc y nghia théng ké

Z , : gia tri Z thu dugce tir bang Z tng vdi gia tri
a dugc chon, véi a=0,05thi Z = 1,96

Vaoip = 12%, A = 0,02, a = 0,05, theo cong
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thirc trén ta tinh duoc c& mu tdi thiu can thiét la:

n= 1.015 dbi tugng.

Chung tdi théng nhét chon c& mau 1.100 ddi tugng.

2.3.4. Cdc budc nghién cieu
- Bude 1: Khao sat bd sung dén sb, 1ap danh sach

dbi tuong nghién ctru

ddi tuong nghién ctru tai cac xd. Cac mau méu thu

thap dwoc chuyén vé Khoa xét nghiém Huyét hoc,

- Buéc 2: Phong vén, kham va lay mau cho cac

III. KET QUA

3.1. Tinh hinh mang gene bénh thalassemia
Bang 1. Ty Ié nguoi mang gene bénh

Trung tdm Huyét hoc Truyén mau dé phén tich..

- Buéc 3: Phan tich mdu mau cua ddi tugng

nghién ctru

2.3.5. Xir Iy sé liéu: Theo phuong phap thong

ké y hoc.

Tong cong

Huyén Nguoi mang gene Nguwdoi khong mang gene
A Luéi 99 (13,8%) 616 (86,2%) 715 (100%)
Nam DPong 37 (9,6%) 348 (90,4%) 385 (100%)
Téng cong 136 (12,4%) 964 (87,6%) 1100 (100%)

Bang 2. Phdn bé ty I¢ mang gene bénh theo dan toc va gici tinh

Dan téc Nam Nir Téng cong % theo din toc
o i ° (7;1(‘}%) (1:?/6125;
o > b (61.0%) et
o > v 309%) 115
Thanh - 1 (o,;%) i1

Tong cong 69 (50,7%) 67 (49.3%) (1:)?); ; 1 (3165”2;)0)0
P > 0.05 : -

3.2. Ty 1@ céc kiéu gene thalassemia

Bdng 3. Phdn bo ty Ié cdc kiéu gene thalassemia theo timg huyén

Bit thuong theo e i Z A
phan tich gene A Lwoi Nam Dong Tong cong
E/ E 2
P BE HbE 81 : 33 . 114
ﬁﬁi EBE 727 (81,8%) |32 | (89,2%) | 199 | (83,8%)
2
aCa/oCa HbC 3 1 5
]
a®o/aa 2 1 | (3,7%)
. 17
II thal ¥
B/B B-thalassemia 15 2 (12.5%)
Téng cong 99/715 37/385 136/1.100
(13,8%) (9,6%) (12,4%)
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3.3. Tan suit gene thalassemia

Bang 4. Tdn suat gene thalassemia ctia timg thé bénh

Ty 16 Tén suét (d6 tin cdy 95%
Thé bél‘lh — i Y i€ — ( : ay 0)
thalassemia 1R t ngwoi : i e
n=179| n =921 p Kinh It ngwdi Chung
HbE 5 109 |_ 00 0,014 0,0608 0,0532
(n=114) | (2,8%) | (11,8%) |~ *°°| (0,0019-0,0262) |  (0,0498-0,0718) | (0,0438-0,0626)
B-thalassemia 5 14 > 0.05 0,014 0,0076 0,0086
n=17) | 28%) | (1,5%) | 7| (0,0019-0,0262) |  (0,0037-0,0115) (0,0047-0,0125)
HbCs . 5 ] . 0,0049 0,0041
(n=5) (0,5%) (0,0018-0,0080) | (0,0014-0,0068)
IV. BAN LUAN phd bién & nhitng noi c6 bénh st rét lwu hanh [11].

4.1. Tinh hinh mang gene bénh

Trong nghién ciru cia ching téi ¢é sy tham gia
ctia 1100 ngudi din & dia ban 2 huyén mién nui
Nam Doéng va A Ludi, tinh Thira thién vai dai b
phan la dan tdc it ngudi.

Khao sat su luu hanh cua bénh thalassemia la
viéc 1am can thiét nhdm du bdo nguy co méc bénh
trong cong dong, chiing ti ghi nhan dugc ty 18 ngudi
mang gene bénh thalassemia & cong ddng nguoi
dan 2 huyén mién nui tinh Thira Thién Hué chiém
12,4% (bang 1), day la ty 1€ kha cao vdi sy luu hanh
ctia 3 thé bénh: HbE, HbCs va B-thalassemia di hop
tr (bang 3). Ty 18 mang gene bénh tip trung chi
yéu & nhém dan toc it nguoi, dan toc Pa-ko-Ta-6i
la 15,4%, dan tdc Co-tu la 11,1%. Ty 1€ mang gene
bénh cta dan téc Kinh 12 5,6% (bang 2).

Bang 1 cho thiy ty 1& mau c6 gene thalassemia &
huyén A Ludi 1a 13,8% va ty 16 mau c6 bit thudong
gene & huyén Nam Dong 13 9,6%.

Trong sb nhirng ngudi mang gene thalassemia
thi nam gidi ¢d ty 1€ gene thalassemia la 50,7%
va nit 1a 49,3% va sy khac biét khong cd y nghia
théng ké giita gi¢i nam va nir theo timg dan toc
vGi p > 0,05. Bénh thalassemia la bénh di truyén
Ian trén nhiém sic thé thuong, khong lidn quan dén
nhiém sic thé gidi tinh nén c nam va nit gi6i déu c6
nguy co mic bénh [2], [4], [6].

Thalassemia 1a bénh ly di truyén phan b khéac
nhau giita cac dan tdc, khu vyuc dia ly va dic biét
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Trong khi tin suit nguoi Kinh 13 2-3%, thi cac
dan toc mién nhi tAn suét nay cao tdi 32, 12, 11%
twong rng & ngudi Thai, Muong, Tay [3], [5].

Din toc Kinh sinh sbng tai khu vuc mién nui
Minh Hoa, Quang Binh trong nghién citu cta taic
gia Phan Thi Thuy Hoa (ndm 2011) c6 ty 1€ gene
bénh 14 19,3% dbi v6i thé HBE va B-thalassemia [1].

4.2. T¥ 18 cic kiéu gene thalassemia

Bang 3 cho thiy thé HbE chiém 83,8% trong
136 truong hop cd gene thalassemia, trong dé co
3 truong hop HBE ddng hop tir (BF/BE) va 2 truong
hop di hop tir kép p-thalassemia/HbE (B/BF). Ty 1é
HbE & huyén A Ludi 13 81/99 (81,8%) va huyén
Nam Déng 1a 33/37 (89,2%). Noi cach khac, HbE
chiém 10,4% trong 1.100 ddi twgng nghién ctu.
Day ciing 12 thé bénh phd bién nhét & khu vuc Déng
Nam A, dic biét 1a Lao va Théi Lan, do sy thay thé
G — A & codon 26 (GAG thanh AAG) trong exon 1
clia gene P globin, vi thé acid amin Glutamate thay
bing Lysine. HbE dugc xem nhu P'-thalassemia
trong nhitng nam gén day [8].

Theo Nguyén Céng Khanh, bénh HbE gip
nhiéu & cac dan tdc thudc mién Trung va mién
Nam: dan toc Edé 41,0%, Khome 36,8% va
S’Tieng 55,9% [2].

Nguyén Thanh Liém va cs (2009) ghi nhan ti 16
lru hanh HbE & nhém ngudi dan toc Muong, huyén
Kim B6i, tinh Hoa Binh la 11,65% [6].

Theo Bui Van Vién ti 1€ luu hanh HbE & ngudi
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Mudng tinh Hoa Binh (2001) 1a 12,3% [6].

Sy luu hanh ngudi mang gene HBE trong nghién
ciru cita chung t&i ph hop véi nghién clru Nguyén
Thanh Liém.

HbCs chiém 3,7% va p-thalassemia chiém 12,5%
trong s cac mau cé gene thalassemia clia chiing toi.

Diéu nay c6 nghia HbCs chiém 0,5% trong 1.100
d5i twong nghién ciru. HbCs (huyét séc t6 Constant
Spring) la bénh ly huyét sic td lién quan chudi «
globin, phé bién & Dong Nam A. HbCs xuét hién &
ngudi Malaysia, Trung Quéc va An D§ véi tan sut
twong ung 13 2,24%, 0,66% va 0,16% [7].

B-thalassemia chiém 1,7% trong 1.100 d6i twong
nghién ciru cua ching t6i. Nghién ctru cua Detraverse
niam 1959 v& ty 1é mang gene bénh cua ngudi Viét
Nam (c& méu 225) cho thiy ty 1¢ P-thalassemia 1a
1,7% va HbE la 8,9%. Két qua ctia ching t0i ¢6 18
ciing phit hop v&i két qua cua tac gia Detraverse [12].

4.3, Tin suit gene thalassemia

Bang 4 cho thdy ty 16 HbE cua dan tdc Kinh 12
2,8% va dan téc it ngudi 1a 11,8%. Tan s& gene HbE
1a 0,0532 (trong d6 0,0608 & nhom dén tde it ngudi
va 0,0014 & nhém dan toc Kinh). Sy khac biét vé ty
& va tin suat gene HbE (BF) giita nguoi Kinh va dén
tdc it ngudi ¢ ¥ nghia thong ké (p < 0,05).

Tin sudt gene B® & nhém ngudi Kinh trong
nghién ctru cia chung téi [a twong ty v&i nhom
ngudi Kinh ctia mién Nam Viét Nam. Két qua cua
chiing t6i cling twrong tu vdi nghién ciru cia Nguyen
H.V trén dbi twong phu nir mang thai [9].

Tén suét gene PE & nhém dén tde it ngudi trong
nghién ciru cua ching t6i cao hon tan sudt cia dan
toc Dao; Tay; Nung (0; 0,014; 0,010), nhung thap
hon céc din tée S’Tieng, M’Nong, Raclay, E-dé &
mién Nam (0,356; 0,240; 0,144; 0,314) [10].

V& B-thalassemia, bang 4 cho thay ty 18
B-thalassemia cta dan tdc Kinh 1a 2,8% va dan toc
it nguoi 1a 1,5%, tAn sudt gene B-thalassemia (B**)
la 0,0086 (trong d6 0,0076 & nhém dan tde thidu sb
va 0,014 & nhom dén toc Kinh). Sy khac biét khong
c6 ¥ nghia thong ké gitra ty 1& B-thalassemia ngudi
Kinh va dan tdc it nguoi (p > 0,05). Nghién clru cia
Nguyen H.V cho thiy tin suit gene p-thalassemia
12 0,0061 [9].

Ty 1€ HbCs dan tdc it nguoi trong nghién ciru
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ciia ching t6i (bang 4) 12 0,5%, chua thdy trudng
hop HbCs nao thude ngudi Kinh. Tén s6 gene HbCs
12 0,0041.

Tén sudt gene a°* & dan tdc it nguoi trong nghién
ctru ctia chiing tdi cao hon & ngudi Ning nhung thap
hon ngudi Tay va S’ Tieng (0,023, 0,030). Ching t6i
chua gp gen o & nhém dén toc Kinh, trong khi do ty
18 gen nay ¢ dan toc Kinh mién Nam va trong nghién
ciru ciia Nguyen H. V 1n luot 1 0,001 va 0,0207. Sy
khéac biét nay co thé lién quan dén c& mau, cach chon
méu va dia ban nghién ctu [9], [10].

Ngoai trir Karachi and Ahom c6 tin suit 13 0, tan
sudt gene o trong nghién ciru ciia ching toi thap
hon tan suit gene & quan thé Pong Nam A (Bac Théi
Lan 0,0331; Tak 0,0156; Campuchia 0,0088...) [10].

V. KET LUAN

Qua két qua nghién ctu tinh hinh bénh
thalassemia & 1100 ngudi dan & hai huyén mién
nti Nam Déng va A Lu6i cia tinh Thira Thién Hué,
ching i c6 mét s& két luan sau:

- Ty 1é mang gene thalassemia cta hai huy¢n:
12,4% (A Ludi: 13,8%, Nam Déng: 9,6%).

- Trong sb d6i twgng mang gene: Nam gidi c6
ty 1é gene thalassemia la 50,7% va nit 1a 49,3%
(p>0,05).

- Dén tdc Ta-6i c6 ty 18 bit thuong 15,4%; Co-tu
12 11,1% va Kinh la 5,6%.

- Ty I¢ céac thé bénh, kiéu gene cua thalassemia:
HbE: 83,8%, HbCs: 3,7%, P-thalassemia (B%P):
12,5%.

- Tén suit gene thalassemia

+ Ty 1& HbE cua dan toc Kinh la 2,8% va dan
toc it ngudi la 11,8% (p <0,05). Tén suét gene HbE
1a 0,0532.

+ Ty 1é B-thalassemia cuia dan tdc Kinh la 2,8%
va dan toc it ngudi la 1,5% (p > 0,05). Téan suét gene
B-thalassemia la 0,0086.

+ Ty 1& HbCs ciia dan tdc it nguai 1a 0,5%. Tan
suat gene HbCs 1a 0,0041.

Nghién ciru nay dwegce sw hé tro kinh phi ciia S¢
Khoa hoc Cong nghé (md s6 TTH 2012 - KC.08),
Uy Ban Nhan dén tinh Thica Thién Hué.

Ching tdi xin trdn trong cdm on vé su ting hj
nay.
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